SUMMARY We report a phenotypically normal woman with an apparently balanced reciprocal translocation between chromosomes 9 and 18 [46,XX,t(9;18)(p22;p11.2)], giving rise to unbalanced chromosome complements in two of her children, each of whom received a different derivative chromosome. The proband's karyotype is 46,XY,-18,+der(18), t(9;18)(p22;pll.2)mat, which results in a duplication of the distal portion of the short arm of chromosome 9 with a concomitant deletion of much of the short arm of chromosome 18. The karyotype of the probauid's brother is 46, XY, -9, +der(9),t(9;18)(p22;pll .2)mat, which results in a deletion of the distal short arm of chromosome 9 and a duplication of most of the short arm of chromosome 18. The phenotype of each child is significantly different from that of his sib and is not consistent with any previously reported chromosome abnormality.
In this report we describe a family with an inherited translocation between chromosomes 9 and 18. After the birth of the second child with multiple congenital anomalies, the mother was found to have a balanced reciprocal translocation between chromosomes 9 and 18 [46,XX,t(9;18)(p22;pll.2)]. She has had a total of seven pregnancies, of which four resulted in spontaneous abortion. One resulted in a karyotypically and phenotypically normal daughter and two resulted in sons with different unbalanced chromosome complements. The proband's karyotype is essentially trisomy 9p/monosomy 18p, and his brother's karyotype is essentially monosomy 9p/trisomy 18p.
Case reports CASE 
1
The proband was born at 38 weeks' gestation to a Received for publication 23 February 1989. Revised version accepted for publication 3 May 1989. 35 year old, G7P2A4 mother and her 32 year old husband. The pregnancy was complicated by uterine compression of the mother's inferior vena cava which was treated with intermittent bed rest for five months. Delivery was vaginal, vertex presentation with a birth weight of 2495 g (3rd centile) and length of 45 cm (3rd centile). At birth, he was noted to have a right sided cleft lip and palate. At seven days of age he developed respiratory difficulties secondary to chylothorax which required mechanical ventilation and responded well to thoracentesis and the parenteral introduction of medium chain triglycerides.
At seven months of age, the child was referred for evaluation of possible glycogen storage disease. Hepatosplenomegaly had been noted with abnormalities in liver function. Alpha1 antitrypsin activity, cystic fibrosis testing, TORCH titres, liver ultrasound, radioisotope scan, and amino acid analysis were all within normal limits. A liver biopsy showed evidence of glycogen excess.
Physical examination showed a frail appearing, hypotonic, seven month old white male (fig 1) with a weight of 4*5 kg (<«3rd centile), height of 57.8 cm (<<3rd centile), and head circumference of 405 cm (<2nd centile). He had dolichocephaly with a prominent, high forehead and fine, sparse, red blond hair with normal patterning. The palpebral fissures were upward slanting with epicanthic folds, thickened eyelids, bilateral ptosis, and blue irides (fig 1) . Inner canthal distance was 2-2 cm (25th centile), outer canthal distance 5-7 cm (<3rd centile), and interpupillary distance 3-6 cm (<3rd centile). The ears were borderline low set and posteriorly rotated with upturned lobules. The nose had a prominent nasal root and a small tip with some nostril deformation secondary to the cleft lip. Right cleft lip and palate were evident. The chin was small. The neck was short without any excess skin. Examination of the hands showed a Sydney line on the right palm and normal flexion creases on the left palm. The fingers had slightly blunt tips with normal nails. There was proximal placement of the second and fourth toes bilaterally. The abdomen was prominent with a mild umbilical hernia, bilateral inguinal hernias, hepatomegaly, and a palpable spleen tip. His penis was 1*5 cm (<10th centile). Skin was thin with a prominent underlying venous pattern particularly in the temples and over the abdomen. CASE 2 Case 2 is the older brother of the proband. He was born to the then 27 year old G5POA4 mother and her 23 year old husband. The pregnancy was uncomplicated and delivery was vaginal after 15 hours of labour with forceps extraction. Apgar scores were 8 and 9 at one and five minutes respectively. At birth he was noted to be floppy with strabismus, micropenis, and left club foot. Subsequent studies using blood lymphocytes on the proband's phenotypically abnormal brother and phenotypically normal sister showed 46,XY,-9, +der(9),t(9;18)(p22;pll.2)mat (fig 3) and 46,XX chromosome complements, respectively. The To the best of our knowledge, our second patient has a previously undescribed chromosome abnormality. We compared his phenotype with the monosortn 9p syndrome1' 12 and the trisomy 18p syndrome in table 2. Our patient 2 has very few 
